Deletions of. the distal region of the long arm of chromosome 4 are well documented and characterised, whereas deletions ofthe proximal region are apparently rare. We report another child with a proximal interstitial deletion of chromosome 4, del(4)(q12q21.1), and multiple congenital anomalies, including bilateral colobomata, which has not previously been described in patients with similar deletions.
Deletions of. the distal region of the long arm of chromosome 4 are well documented and characterised, whereas deletions ofthe proximal region are apparently rare. We report another child with a proximal interstitial deletion of chromosome 4, del(4)(q12q21.1), and multiple congenital anomalies, including bilateral colobomata, which has not previously been described in patients with similar deletions.
The proband was the second child of a 22 year old mother and 47 year old father who were healthy and unrelated. He has three sibs and five half sibs, all phenotypically normal. Delivery was at 41 weeks after an unremarkable pregnancy. There was fetal distress during the second stage, but a spontaneous vaginal delivery occurred before obstetric intervention could be arranged. Apgar scores were 9 and 10 at one and five minutes respectively. Birth weight was 3240 g (10th centile), length 52 cm (50th centile), and head circumference 35-5 cm (50th centile).
The baby was referred for cytogenetic investigation on day 14 because of abnormal facial appearance, poor feeding, and an apnoeic episode. He was noted to be hypotonic and to have bilateral iris colobomata. Further ophthalmic examination showed right microphthalnia with a coloboma involving the optic disc and macula. The coloboma on the left involved part of the optic disc with sparing of the macula. Additional dysmorphic features were a high arched palate and widely spaced nipples. He had a transient heart murmur. Skull and spinal x rays, CT scan, and ultrasound examination of the head showed no further abnormalities.
His growth and development have been delayed and on re-examination at 3 years 10 months his head circumference and weight had fallen below the 3rd centile. His head was an unusual shape with bitemporal narrowing and sparse hair (fig 1) . He sat with support but had developed a scoliosis. He had a persistent nasal discharge although there was no evidence of choanal atresia. He had bilateral deafness but responded to loud low notes.
Cytogenetic analysis of a peripheral blood sample using GTG and RBG banding indicated an interstitial deletion of the proximal region of the long arm of chromosome 4 (fig 2) . The karyotype was interpreted as 46,XY,del(4)(pter-qql2::q21.1--qter). Parental karyotypes were normal.
There are numerous reports of distal 4q deletions and recognisable syndromes resulting from del (4)(q3 1) and del(4)(q33) are well defined,' but only seven *v.$41h, figure) . RFLP analysis in this family showed no heterozygosity apart from the EcoRI polymorphic site, and the father, mother, the child with PKU, and the fetus all had both the 17 kb and 11 kb EcoRI fragments. Accordingly, the fetus had a 50% chance of being normal and 
